We report a case of del(9)(q22q32) in a severely mentally retarded boy. The most prominent clinical features are short stature, microcephaly, dysmorphic facies, and delayed bone age. Although six cases of this deletion have now been reported, confirmation of a definite syndrome is not yet possible. (J Med Genet 1994;31:156-158) A severely mentally retarded boy with dysmorphic features was referred to our clinic. Chromosome studies showed an interstitial deletion of chromosome 9 in the q22q32 region. Other cases of del (9) was short. Internipple distance was increased (measurements not recorded). The patient had a hypoplastic scrotum and a small penis, and no testes were palpable. His fingers were tapered and his toes were small, with partial cutaneous syndactyly of the second to fourth toes on both feet, and with hypoplastic toenails. There was marked medial deviation of the toes.
A severely mentally retarded boy with dysmorphic features was referred to our clinic. Chromosome studies showed an interstitial deletion of chromosome 9 in the q22q32 region. Other cases of del(9)(q22q32) have previously been reported by Ying et al,' Robb et al,2 and Farrell et al. 3 In a review of interstitial deletions in the 9(q22q34) region, Farrell et aP reported two new cases and a previously unpublished case described by Sekhon et al4 of del(9)(q22q32). When the six cases now on record are compared, no distinct pattern of clinical features emerges. Our case comes closest to one of the cases described by Farrell et al. 3 was short. Internipple distance was increased (measurements not recorded). The patient had a hypoplastic scrotum and a small penis, and no testes were palpable. His fingers were tapered and his toes were small, with partial cutaneous syndactyly of the second to fourth toes on both feet, and with hypoplastic toenails. There was marked medial deviation of the toes.
On further investigation, the EEG showed some epileptic activity, though the patient had no clinical seizures. Later EEGs showed a similar pattern. A CT scan showed a slightly dilated ventricular system with minimal cerebral atrophy. Physical examination of the patient showed no abnormalities of internal organs. x rays of the thorax, spine, and hips were normal, but an x ray of the hand showed marked delay in skeletal age by as much as 10 months. Because of an overly short frenulum, frenotomy was performed, but speech did not improve. Audiometry was normal.
The patient first walked at the age of 3 years. However, at 8 years orthopaedic surgery had to be performed to correct a developing nonspastic pes equinovarus of the left foot.
At 10 years an x ray of the hand again showed delayed skeletal age, this time by 2 5 years. We examined the boy again at the age of 14 years. His height of 145 cm (< 3rd centile) and head circumference of 51 cm (<3rd centile) were still far below normal. The eyebrows were broad (1 cm). The mouth was wide with thick lips and complete but irregular dentition. His feet were short and stubby with a slight equinovarus deviation most pronounced in the left foot. Pubic hair growth indicated the onset of puberty, but both penis and scrotum were hypoplastic. The patient still did not talk. He functioned at the level of a I year old child, and seemed to live in a world of his own. Fig 1 shows the patient at the age of 9 years 6 months.
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CYTOGENETIC STUDIES
Peripheral lymphocytes were cultured and CTG banded using standard techniques. Seven metaphases were analysed. All showed a 46,XY,9qh + ,del(9)(q22q32) karyotype (fig 2) . Chromosomal investigation of the mother showed a normal 46,XX karyotype and the father had a 46,XY,9qh + karyotype. As the father and our patient both have the same 9qh + chromosome, the deleted chromosome is probably maternal in origin. No cell line is available from the patient.
REVIEW OF PUBLISHED CASES
The clinical findings of the six cases of del (9) Genomic imprinting was suggested by Farrell et al3 as a cause for the differences observed, but in our opinion this is unlikely. With the genomic imprinting, one would expect a division of cases into two distinct groups with similar features, corresponding to a deletion of either maternal or paternal DNA. In three cases the origin of the deleted chromosome is known, namely in one case described by Farrell et al3 (paternal) , in the case of Ying et al' (maternal), and in our case (maternal). However, the phenotypes of the two cases with the maternally derived deleted chromosome are not similar. On the contrary, our case (maternal origin) most resembles the case of Farrell et aP (paternal origin).
For clarification of this matter precise DNA analysis is needed to find out the exact position and structure of the deletions.
